BRI RBSRRIE TRES X 07 VR o£5H R

THEAEARH 5 HE
®H BT

(D PIEERREREEEETAE ( PsHP ) OSEFHER

EAV T

HEREFIZLATH 120, DHEEDICABLILORMEHRLE L, ZORKE 641t Ells-
worth~-Howard test (E-H) 2%Thh T ARk, cAMP OBERENE LA THARWZDERI LT,
PsHP NB LB L 7 6 FIOT T 2 ARWEBEIC AR L h 7z, PsHP 1 BIL HE LBIOHR TS5
BIXHERETH » 720 THRINC Ahigd » 7z, FaR—iEE PsHP 1RO HI, BIkEH T
H B0 ERHNC AR D T, BLEX Y SREIOER T, PsHP 181841 ( 3 4 ERMI6RAEL Y
B4 ), PsHP IH 4 4, XU pseudo-PsHP 5 & & atosts e L,

(PsHP 1) ‘

EHARS 7, QUANSHIBATHY, FHBHERILIBIALIR2A Tho1m, REHIC—
HLTREROE— I 0\5 58 Th-1o, BRBIVEKFRER LICETH, BELERLLLE
P2HVHERERT & LBbhiz, —BIRERRKIL, R 22583 2E% Ca itk PsHP 1 475
TEL7z. M 1,25(OH), D fEixfllE i 4 AIEECH - 1=,
os PTH REEBNAFEANSH 5138 T L HETH -7, B Ca Pl EETH - 12,
ORJABREBIVEFROBREL L L O/, CT scan MBEA CAMEERERILIBRIC BT
ENsFkIC-IbOEBELRS, RE  BECBELTE, R4iTE Lo, MITHE, FER
DENF CEHER L ORREBL, HRE TSH RBECBKCTHA~2 L TSH L HBICIEE
DERTED S, BEHFRBBEETEMES L2605 TSHZ10 0EFGRUNME & 72 28R
BB NIz, 7270 TSHZI0 0l ¢ Ty<4d Ch-1FH 1 LNDLTh-7-, E-H 0fERE, =
SICE LD, Zh bWl Parathyroid extract # VT bbb O TH B, 1EHWELT -
%, E&LTIaD;, 1,25(0H);Ds AL Tz, BEREEE LTk, 1-T, 1 AL UED 1
YOL+TAIFNVIETHI,

(PsHP I &) .

BR2EFAT S HVAHD AL TH T2, FORA - F¥=— 2 EFE LENEr 1o, FHEA
$3k, EHE1A SEEREL1LEH- TV, BHiEsCab.8+0.8ng/dl, sPi8.6+3 L{E Ca 5
Pi fifE & ffvy, M PTH i3 3/4 CRIETH 7, BkbH 5 A, R Ca PEilhi3 6823 mg/gCre
& PsHP 1 Blc WL EBTH -8 Tdh 5, E-H 0R, R Pi it 13.8meg/hr/m &<,
Pi IR 1.68+0.5 {5 LEMETH » 72, R cAMP R L ORI EHCH - 1205 FHcAMP
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HAHEIE 118 n mol/hr/nf &K E Bbh i,
( Pseudo-PsHP )

HEFIL 34 TH B, FIEN PsHP oRE X/, RTARKEEEHES Hxnir-7c, PsHP
m%&f&é,H%ﬁﬁsz,ﬁﬁsﬁ,ﬁ%$kﬁz%&w,k%%@&ﬁﬁk&&ﬁ%%lzﬁ
EL7, 26 E-H ofERis & UG Ca, PiEREETH-7:, '

X
1) WAETF : AERPRBREE TENSERT L JUERRBOBEEE, HASWIE 1080
—1094, ’82

FHE : 2 OHBOBIFRIBEE & LT, DiGeorge MAREE & UM MMEIT MIMSAIE FIEIC 1 T
7 L7-, DiGeorge fEMRRES 4, W24 TH- 12,

1 Symptoms and clinical findings of 18 cases of PsHPI

l.Round face 15
2.Convulsion 13 (8)
3.Short fingers 10
~4.Tetany 9 (2)
5.0besity 9 (2)
6.Consciousness loss 8 (3)
7.Mental retardation 8
8.Numbness 5 (1)
9.Dental anomaly 5
l10.Cataract 3

( ):Cases of chief complaints
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#* 2 Labo. data at diagnosis
1) sCa 6.12+1.57 mg/dl(n=17)

(3.1~ 8.7)
2) sPi 7.72+1.375 (n=17)
3) High Al-P value 1/18
93K.A. ?

4) 250HD 22,23 ng/ml
l,ZS(OH)zD pg/ml
6.8,11,20,20

5)iPTH High 13/13

2+0.87fold
upper normal value

6) %TRP 95%4.2 (n=13)
7)Urinary Ca excretion

17.7+12 nmg/gCre (n=10)
(0~ 40 )

Pi excretion

10204927 mg/gCre
(0.374~v 3.,5)

%3

1) EKG:Prolonged QT (8/9)
(QT _0.44,0.51 )

2)Calcified basal ganglia

' 11/12

~ 3)Abnormal EEG findings

13
4)Bcne X-P findings(n=1Q)

1.Short metatarsal & metacarpal

bone 8
2.0steomalacia 3
3.0pacification 3

4.Subcutaneous calcification
3
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=4
PsHP
1)Height
(-3%.5~
2)B.W.
(=20 ~v

-Growth
-1.053+1.28S.D.
+0.7) ,< -2S.D.
20.2+26 %

+70 ) ,> 20%

(n=17)
4/17
{(n=17)
6/17

3) Bone age/CA 1.06+2.11 (n=17)

( 0.75 ~

1.4)

4)Relationship between TSH & Height

1.TSH vs.
2.TSH210
3.TSH<10
4.TSH210

TSBHL 10

Ht

r==0.73

p<0.01

Ht -1.81+1.265.D.(n=7)
Ht -0.38%0.91S.D.(n=8)

T4=7i2.75
T4=912.5

#+&5
pshpP-Ellsworth-Hloward test (n=18)
Urinary Before PTH After PTH 4Pi ~fold
excretion A chMP
Pi 14.649.6 21.8+13.4 7.146.3 1.740.7
mg/m2/hr (1.2+33.7) (2.3~ 49.1) (-3.9~ 24) (0.86n3.75)
cAMP 120 452 337 +215 192+179 2.9+1.5
nmol/m2/hr} (45~ 250) (56~  880) (-75~v 620) (0.43v 5.5)
sPi 6.23+1.69 5.84+1.67 n=11
mg/dl (3.8~ 9.2) (3.5~ 9.5)
$TRP 93.6+4.43 88,.8+8.37 n=10
{87~ 100} (71.9~ 98} B
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@ Vit. D #FHEY IILBOEHIRR

Vit. DIRFFHE T B (Ll hydroxylase RS ) L BE L72BIL, 1061TH -7 2 £ BH2H
LEMICRE-TEY, BL8APHN1IARESH TH-o7, BHTAICOVWTRI LA, 24146
BREATH 72, Vit DERBFE TR (1L,25(0H)D RIHE ) i1 A TH-1=,
(Vit.D{KFETR)

IBOBLKE4 1 3THY, EHRMICMEEL ) FR 4B TH 72, LRE 0 HabkiEs
BEVFEFSRI, PHERIREL VBRAEMARL, BREAK1OBEY ChHH2, =Lk
IED2AFELIFRERTRE L Bbh. REFRIL, K2k iz, 1,25(0H),Dit, #
BAEE S ATRESH, WFNLEETH -2, ZRERIFIRBBELERE ¥ RIFIRE LT
% TRP {&fE (3/3), PTH®{E (2/3), 73 /8RR (2/6), & CliufE (3/5), BEL —5(2/3)
DHICEH Iz, XBARBLIUHREFTICAL TiE, RICEL O, BEMOESED, HEEZIC
TRORER & cEES L Tz, BREKBLOFT Vit. Dy TGS TV, BfEX IaD; -
1,24(OH); D3 « 1,25(OH); D; & TH|WIh T 5, HBHFE® Al-P, M Cas L PifERRE
#HLLTW3,

(Vit.D (K T & )

RO I BoRPICE L oiz, RFRIC207EN/ke/B L7 v 10-128 A& - T 0, BED
»1,25(0H); D i 4250 pg/ml L EFHARMATH Y, L, 25(OH); D TRAE & B8 T4 & Bbh iz,

@ Vit. D RZHEV LFEOEHER

ADHETH 12D, RBE2AB L UEBRIROID 2 £IXER Iz, 158 W THFT T
b A

Bak, KNEEXRLENr -7, DHFERBLOERIR4ICE L0, REBLOREEIRS
RELHl, BANRTHLEL, LXL 24 -EB 14 - BEARIABLIUVERCHUAVW14%0
MY S - 7-, HIRZRBBE T, LEE - FECL0/1582 55Tz, BRER-BERT 0
b Lk, REMREFE6ICE LD/, Al-P EfE, & Pifi, %TRP EESED /-, BE
=—5 &, 2/5 T@H, ClZ107 35/9FEL, KRBT F F— v 20ERCTh - 1=, BEE Dy B
MEL, THRORBEME) LNALAORN, ERHORBEZRAN 5 LT bR,
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=1

Vit.D dependent rickets Type 1

1)Sex male 4,female 3

Z)Consaguinoﬁs marriage
4/7

3)Age at diagnosis

20+2.9 m(n=7)
(16 25m)

4) Symptans and clinical £indings

1.Bowing 5

2.Gait disturbance 4
3.Genu varum 3 (2)
4 . Hypotonia 3
5.Distended abdomen 3

6 .Knock~Knee 2
7.Rachitic rosary 2
8.Tetany 1

() :Chief camplaint

=2

Vit.D dependency

Labo.data at diagnosis

1) sCa 7.1#1.0 ma/cdl (n=7)
(5.1 ~ 7.8),

2) sPi 3.7+0.9 mg/dl (n=7)
(2.1 ~ 5.0)

3) Al-P 124+61 K.A. (n=5)
(76 ~ 220)

4) 1,25(CH} D 12.5+6.0pg/ml *

n =5 (7 v 21)

25-0H-D 27+ 15ng/ml
(14 . 48)
5)Urinary Ca excretion
10+17 mg/gCre {n=3)
Urinary Pi excretion
- 1.9+0.83 mg/gCre (n=3)
5)Generalized amino aciduria

2/6
7)sCl 107+5meqg/1l
107 3/5

8)BEC -5 2/3
HCO3(20 3/4

9)%TRP 65,72,74

Type 2.
female

(+)

Sy9m

(+)
(+)C.C.
(+)C.C.
(+)

(+)

Alopecia

- Type 2

5.7
3.5

173K.A.

4250 **

40

0.65
)
105

-4
16.5

77.6

* 4 cases after cessation of therapy

¥*¥ Under vit.D treatment
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#*=3
Vit.D dependency
1) X~P findings (n=7)
1.Cupping
2.Rarefaction
3.Bowing 3
2) Growth
1.Before treatment

Height -2.72+1.06S.D. (n=6)
(-1.58.D.rnv =-4S.D.)
Bone age/CA 0.65,0.6,0.9
2.After treatment
Height -1.733+1.0 (n=6)
(-0.78.D.~vy -3S.D.)
*Height -2.8+1.2(n=3) before therapy

-1.440.8(n=3) after therapy

=4
Vit.D deficiency rickets (n=15)
1) Sex Male 4,Femalé 11
2)Age at diagnosis
21.3+18.4 (n=15)
(4m s -3y except 6y8m with
Tbc meningitis)
3)Symptoms & clinical findings
1.Genu varum 11 (3)
2 ,Rachitic rosary 6
3. Gait disturbance 5 {5)
4 .Bowing 5
5.Tetany 3 (2)
6.Hypotonia 2
Distended abdomen 2
8.Fracture 1 (1)
V Mental retardation 1

{) :Chief complaints

—-312—

Type 2

(+)
(+)
(+

~3.58.D.

0.78

~2S.D.



=5

Rickets

1) Birth weight 3150+353g(n=13)
Gestational age 39.5+3w

2)Height at diagnosis

-1:3+1.735.D. (n=9)
(-4S.D.n~ +1.58.D.)

Bone age/CA

0.919+0.35  (n=5)
(0.5~7 1.5)

3)Nutrition

Maternal 7~Natural food 1 case
feeding Decreased sunlight 1

Bottled 4-Brown rice milk 1 case
Thin rice gruel 1

Mixed 4-Brown rice milk 1 case

*6
Rickets (n=15)
Labo. data at diagnosis

1) sCa 8.17+1.7 (n=14)
(5.4~ 10.7),sCa<7.5 n=5

2) sPi 3.89+1.36 (n=15)
(1.5~ ~5.9),sPi 3.5 n=5

' 3) Al-P 66+32K.A. (n=13)
(28 ~ ~ 135) ,A1-P>35 n=11

4) STRP 52+34 (n=3)

5)Urinary Ca excretion
44.2+429.5 (n=6)
(10 ~ 80)

6)Urinary Pi excretion
2.134+0.46 (n=6)

(1.5~ 2,5)
7)X-P findings (n=15)
1.Cupping 10
2.Bowing 9
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BEHTFIRA b OCRGEEMXTER YIMHER ﬁ
BXO—BTIH. BREOMRECERENETAIRENHYET

42 , 6
Ellsworth-Howard test(E-H) ,CAMP
PsHP 6 2 PsHP
5 PsHP

s ,PSHP 18
€ 16 ),PsHP 4 pseudo-PsHP5



